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AuTs4i iHTepCTHINiaAbHI 3aXBOPIOBAHHS A€TeHb
(AI3A) OXOMAIOIOTb reTeporeHHy IpyIy PiAKiCHUX pec-
HipaTOPHUX IATOAOTIH, IO CYIPOBOAXKYIOTbCA XPOHIY-
HMM 3aIIAABHUM IPOLIECOM Y A€T€HEBiH MapeHximi [1].
ITommupewicTs ix koanBaeTbcs Bip 0,13 A0 16,2 Bumapxis
Ha 100 000 aireir Ha pik, IO € 3HAYHO piple, HDK y
popocanx [2-4]. AI3A xapakTepu3y0ThCs porpecyo-
UM PO3BUTKOM $ibPO3y Ta BUCOKUM PiBHEM AETAABHO-
cri (1-30 % cepea HemoBAAT i A0 13 % y 3arasbHiit
AMTSTYiM ToTTyAsii [S]).

OcraHHi AOCSATHEHHS B KAIHIYHUX, PaAlOAOTIYHIX,
riCTOAOTIYHUX Ta TeHETUYHUX AOCAIAKEHHSIX 3HAYHO
posmupuan posymiaasa AI3A. Byao BcTaHOBA€HO, IO
KAaacuiKarlis, 3aCTOCOBYBaHA AAS AOPOCAMX, € HEIpH-
AQTHOIO AASL AiTell, 0CODAMBO, y BUITAAKAX BPOAXKEHHX
natoaoriit. Y 2007 poni aocaipHunpkuit IliBHiyHO-
AMepHKaHChKHIT KOOTIepaTHB (cmiAbHOTA) i3 BUBUCHHS
AI3A Ha OCHOBI peTpOCIEKTHBHOTO aHaAi3y 6iorciit
AereHb PO3pOOUB KAacuiKaLio IHTEPCTHIIAABHIX
3aXBOPIOBAHDb A€T€Hb Y AITeH BIKOM AO 2 POKiB, fKa B

Pestome. Y cTaTTi mpeAcTaBAeHO KAiHiYHMI BHMapoK 12-piunoro xaomumka 3i STING-aconiffoBanoio BackyaomaTiero y aireit
(SAVI) 3 AOMiHYHOYMM TSKKMM iHTEPCTHIIAABHUM YPaKEHHSM AeTeHb. AjarHocTHKa GyAa yTpyAHeHa depes HecTeludiaHi CUMIITO-
MH, BapiabeAbHICTb KAIHIYHIX IIPOSIBIB Ta BIACYTHICTb XapaKTEPHHX 3MiH IIPH CTAHAAPTHUX IHCTPYMEHTAABHUX METOAAX AOCAIAXKEH-
Hs. OCTaTOUHMI AlarHO3 OYAO BCTAHOBAGHO 3aBASKU T€HETHYHOMY TeCTYBAHHIO, IO AO3BOAHAO CKOPHIYBATH TEPAILiO BIATIOBIAHO
AO CyJacHHX peKoMeHAQIlil. BaxxauByM acriekToM B AUepeHIiiHii AlATHOCTHUI}I AUTSIMX iHCTePCTUITAABHIX 3aXBOPIOBAHD ACTeHb
€ HeOOXIAHICTb BUSBACHHS MOHOTEHHHUX GOPM, OCKIABKI BOHH MOXYTb MAaTH CIIAAKOBHI XapaKTep Ta MOTPeOYIOTh CreljudidHoro
MAXOAY AO AlarHOCTHKH Ta AiKyBaHHA. ToMy BIpOBapXKeHHS MOAGKYASPHO-TEHETUYHHX METOAIB Y PYyTHHHY KAIHIYHY IIPaKTHKY €
KPUTHUYHO BAKAUBHM AAS CBOEYACHOTO BCTAHOBACHHSI AlaTHO3y Ta MAGOPY BiAIOBiAHOI Tepartil.

Kawouogi caosa: inTepcruiiasbsi 3axsoproBaHHs Aerenb, STING-Backyaonaris, MOHOTeHH] iHTepepoHOmaTii, AITH.

2013 poui 6yaa BKAIOUEHA AO KAIHIYHIX PEKOMEHAALIiH
AMepHKaHChKOTO TOPAKAABHOTO TOBAPUCTB, a ¥ 2015
poui rpyma excriepriB IliBHiuHOI AMepuxu po3pobuaa
posmupeHy KaacuQikallito AAS AiTeit BikoM Bip 2 A0 18
pOKiB [2], mo cTaro BakauBUM KPOKOM Y BAOCKOHAA€H-
Hi AudepeHIIiiHOI AlATHOCTUKHU LIUX PIAKICHHX ITaTOAO-
riit (Tabaus 1).

3a ominkamu ekcrepTiB, Ao 30 % Bumapkis AISA
3yMOBA€HI MOHOT€HHMMHM MYyTallifIMM, YaCTHHA 3 SKUX
NPOSABASETHCS He AMIIIE AeTeHeBUMH YPaOXKeHHAMH, aAe 1
crenu$idHUMH YPAKEHHAMH iHIINX OpTaHiB [6]. Tomy
AITSIM i3 <pi6p030M AETEeHb HEACHOTO I'eHEe3y HAaIlOAETAY-
BO PEKOMEHAYETHCS MPOBEACHHSA MOAEKYASpPHO-TeHe-
THYHOTO aHAAI3y 3 AOCAIAKEHHAM BCHOTO CIIEKTPY
MyTaliil B TeHaXx, Ki IOTEHIIMHO CIIPUATUMYTb PO3BUT-
Ky IHT€PCTUIIAHUX YPaKeHb AETeHb (Tabamms 2). Le
AO3BOASIE He AHINe BCTAHOBUTH TOYHHMM AiaTHO3, a 1
BU3HAYUTH PU3UKM IOTEHIIAHOTO PO3BUTKY I103aA€Te-
HEBUX IPOSBIB 3aXBOPIOBAHHS, III0 € KPUTUIHO BAKAHU-
BUM AAS BUOODY OLITUMAABHOI TAKTUKH AIKYBAHHS.
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Ta6anns 1. Kaacnikanis ANTSIAX iHTEPCTHIIAABHAX 3aXBOPIOBAHb A€T€Hb [2]

3axBOpIOBaHHS, GiAbII

NOMHPeHi y HEMOBASIT

Ho3oaoriuni opnaumi

KomenTap

AnysHi nopymeHHs pO3BHTKY AeT€Hb

AlLlMHApHA AMCTIAA3iS

3ynuHKa AO3pIBaHHS AABBEOA HANPHKIHI 1-ro/movarky 2-ro
TPUMECTPY BariTHOCTI

BpoayxeHa aAbBeOASIpHA AUCIIAA3ISL

3ymnmHKa AO3piBaHHS aABBEOA Ha 2-3-My TpUMeCTpi

AAbBeOAﬂPHO-KaHiAHPHa AI/ICIIAaSiﬂ 3 AHOMaAbHUM

PO3TAallyBaHHAM ACT€HEBUX BEH

Maabdopmariiss AereHeBUX BeH i3 IpealnuHapHIM
apTepiOBEHO3HUM IIYHTOM

AHOMaAii pocTy aAbBeoA

Aerenesa rinomaasis (mpeHaTasbHi aHOMAAIT)

HeaoposprHeHH: AereHb BHACAIAOK 3BY>KeHHS IPYAHOI KAITKM: CKeAeTHa
AWCIIAQ3is], OAITOTiAPAaMHIOH, HepBoso-M’aaoBi 3aXBOPIOBaHHS, TOILO

XponiuHa xBopo6a AereHb y HOBOHAPOAKeHHX (IIOCTHATAAbHI
aHOMaAii): XpOHiUHe 3aXBOPIOBAHHS ACTEHb, OB A3aHe 3
HeAOHOMIeHicTIO (6poHXOAereHeBa ANCTIAA3Is) HAGYTI XpoHidHi
3aXBOPIOBAHHS A€TeHb Y AOHOIIEHHX HOBOHAPOAXKEHUX

Hepopo3BuHeHHs AereHb Yepe3 KHCHEBY IHTOKCHKALIO Ta
6aporpasmy

AcorifioBaHi 3 BpOAXXEHMMHU CepIleBUMH BaAAMU

Hepopo3BruHeHHS AereHb Yepes NOPYLIeHHS
KapAiOIyAbPMOHAABHOI TeMOAMHAMIKH

AcoriitoBaHi 3 XxpOMOCOMHUMY aHOMAALIMU

Tpucomis 21 xpomocomu Ta iHmi

IMopymenns ¢yHkuii cypdakranTy Ta HOB’I3aHi AHOMAAIT

I'enernyni Myranii resa SP-B

ITopymenns cunresy SP-B, mo cnpuunnse AITT Ta AATT

I'enerrrani myranii resa SP-C

ITopymenns cunresy SP-C, mo cnpuunase HCIIT, AITT ra AATT

lenerruni myranii rena ABCA3

IMopymeHHs CHHTE3y MAACTHHYACTUX TiA (CcypdakTaHTHOTO
KOMnAeKcy) , o cnpuaunsie HCITT, AIIT ta AATT

Teneryruni myranii TTF-1

AedexTHa TPAHCKPHIIIIis FeHiB CHHTe3y CyppaKTaHTIiB Ta PO3BUTKY
MO3KY/IIUTOBHAHOI 3aA031

Bpoaxenuit pedinut perienropis GM-CSFa

Bpopxennit pepext GM-CSFa-penjentopa aAbBeOASIpHOTO
Makpodara, mo cnpuaunsie AALI

Hemnepenocumicrs AisuHypoBoro biaka

AedinuT KaTiIOHHUX aMiHOKKCAOT, IO CIPUYHHAE MAKPOdarasbHy
Ta iMyHHY AucdyHKILO, a Takoxx AATT ra ITT

Cnenn¢ivyHi CraHH HeYiTKO BU3HAYEHOI eTioAorii

HefipoeHAOKpHHHA rillepraasis HEeMOBAAT

ITarormomoHi4Hi pe3yAbTaTH Bi3yaaisarii; TpaH3uTOpHA
TilneprAasis HeHpOEeHAOKPUHHMX KAITUH

Aerenesuil iHTepCTHUIIIAAbHHI TAIKOTE€HO3

Me3enxiMaAbHA He3PiAiCTb, ITOB’sI13aHa 3 IHIIMMH [TATOAOTLSIMU
A€T€Hb Y HEMOBASIT

Pizni monorenni AI3A

STING-aconifioBaHa BaCKyAOIIaTisl, iIHTepCTUIiaAbHA THEBMOHIS,
nos’szana 3 COPA, Ta inmi

3axBoproOBaHHs, Ki He € cienupiTHIMH AASI HEMOBASAT Ta AiTeH

3axBOpIOBaHHS y HEPBHHHO 3A0POBHX AiTe

O6aiTepyrounit 6pOHXIOAIT, TOB SI3aHUI 3 HOCTIHPEKIIIHHIM

XpoHidyHe ypasKkeHHs Api6HI/IX AVMXaAbHUX IIASIXiB, CIPUYHHEHE

IIPOLeCOM BipycHOI0 iHdeKITier0
linepceHcHTUBHMI THEBMOHIT AADBEOAIT, CIPMYMHEHHI TilIepYy TAUBICTIO 3-r0 200 4-ro THIy
Acnipayiiinuil cundpom

EosnnodirbHMIT THEBMOHIT

TereporenHa rpyma 3axBopioBaHb 3 e03MHO(IAbHOIO iHPIABTpAITIEI0 AereHb

IpiomaruyHmil reMOCHAEPO3 AeTeHb

Penuausyroua AAK HeBipoMOi eTioaoril

3axBOpIOBaHHs ACONiHOBaHi i3

CHCTEMHHMH 3aXBOPHOBaAHHSIMH

Imyroonocepedkosani cucmemni 3ax80p108anHs

Cunapom I'yamacuepa AAK uepes rinepuyTAUBICTb 2-r0 THUITY, cCipuurHeHy aHTH-GBM
AHTHUTIAAMU
Cunpapowm Xaiinepa AAK yepes aaepriio Ha KOPOB'side MOAOKO

ABTOIMYHHUI aAbBEOASIPHUI TPOTEIHO3 AeTeHb

AATI BHacaipox aBroanTutia Ao GM-CSFa-penenTopy
AABBEOASIPHOTO MaKpodary

CucreMHi 3aXBOPIOBAHHA CHOAY‘{HOll' TKaHUHAU

CucTeMHa CKAepOAEPMisl, FOBEHIABHHUIT AePMATOMIO3HT, 3MilllaHi 3aXBO-
PIOBaHHS CIIOAYYHOI TKaHMHH, CHHAPOM Illerpena, cucremMHuit yepBo-
HHi1 BOBYAK, CHCTEMHHUI 0BEHIAbHHI1 ipionaTiynmit apTpurt [ 8]

Heimynoonocepedixosani

CUCMEMHI 3aXB80p10BAHHSI

XBOpO6Y HAKONIIYEHHS

Haxomnmyenns chinroainipis yepes pedinur AisocomarbHHX
depmenTiB

Capkoipo3

Hexaseo3Huil rpaHyAeMaTo3
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TcTionuTos xaiTuH AaHrepraaca

ITpoaipepartiss MOHOKAOHAABHIX ACHAPUTHUX KAITHH 3
nipBumennM curgasom MAPK/ERK

Myxosicnupo3

XpoHniuHe ypakeHHS AMXaAbHUX HIASIXIB Yepe3 MiABUIeHy
B A3KICTb CAM3Y Ta PEIMAMBYIOUY iHPEKIIit0

3axBOpIOBaHHS Y iMyHOCKOMIPOMEHTOBAHUX HANi€HTIB

Onopmynicmuuni indexyii

3axXBOpIOBAHHS, IIOB I3aHI 3 TPAHCIIAQHTALIIEIO

Kamiastpumit Butik/AAK Ha rocrpiit craail Ta o6aiTepyrounit
OpOHXIOAIT Ha XPOHIYHIN CTaALl

3axBOPIOBaHHS, III0 MACKYIOTHCS IMiA iIHTEPCTHIIaAbHI 3aXBOPIOBAHHS AET€Hb

ApmepiarvHa 2inepmen3usHa sackyronamis

3acTiliHa BackyAomaris

O6cTpykiiisa nepupepruIHUX AeTeHEBUX BEH

CrapkoBa reMopariyHa TeAeaHrieKTasis

MHOXUHHI APiOHi aTpioBeHO3HI $piCTyAH, 30BHI CXOXI HA
iHTepCTHIiaAbHE 3aXBOPIOBAHHSA A€TeHb

Aimbamuuni nopyuienns
Aimdanriexrasis TTopymenns anonTo3y eMOpiOHAABHOI AiIMPATHIHOIL CHCTEMU
AimdanriomaTos T'amapromarosHa AiMdparuuHa mpoaideparris
Habpsx aerenp

Mpumitku: AIII — peckamarypHa inTepcTuriasbHa maesMoHis, AAIT — sereresuit aabseoaspruit mporeinos, HCIIT — mecnenudivna

inTepcTuriasbsa nHeBMmoHia, GM-CSFa — rpanyaorurapHumit

MakpodaraAbHHI KOAOHIECTHMYAIOIOUMH ¢akTop-asbda, IIT —

inTepcruriasbna mEeBMoHis, AAK — AndysHa aabBeoAspHa KpOBOTeUa

Sk BUAHO 3 AaHMX TabAMI 2, 3HAYHA YACTKA reHe-
THYHHX YPXKeHb [IPUMAAAE HA ABTO3AMAABHI XBOPOOH.
OCHOBHHMHU KAIHIYHUMH pPi3HOBHAAMU AETE€HEBOTO
YPOXeHHS € iHTepCTUIiaAbHE 3aXBOPIOBAHHS A€TEeHb
(6iabm xapakTepHe) Ta AereHeBa apTepiaAbHa rimep-
tensis 8, 9]. Cepea aBro3anarbHEX XBOPO6, TIpH SIKKX
CIIOCTEPIra€TbCa IHTEPCTUIIIAAbHE 33aXBOPIOBaHHS
AereHb, MOXKHA BUAIAMTH Ti, IO € GIABLI YaCTOKO IIPHYIHU-
Hoo AereHeBoro ypaxenHs: STING-aconifioBana
BacKyAomarisi y HemoBaat/aireit (SAVI), xponiummit
ATHIIOBHA AEPMaTO3 3 AIMOAMCTPOQIEI0 Ta AUXOMAH-
koo (CANDLE), cHHAPOM K0aTOMepHOTo 6iAKOBOTO
KOMIIAEKCY, CyOOAUHHUL-0t (COPA-CI/IHAPOM) Ta I0Be-
HiAbHUH capkoip03. Ha moyaTkoBHX cTaAisX 11X 3aXBO-
PIOBaHb PeCIipaTOpPHi CUMIITOMU MOXKYTb OYTH CAAOKO
BUPKEHUMHU 00 MOBHICTIO BIACYTHIMHY, a Ha [epLINi
IIAAQH BHXOAMTHMYTb O3HAKH YPa)XeHb IHIIUX OpTraHiB
(HIKipI/I, LIeHTPaAbHOI HEPBOBOI CHCTEMH, CYAMH, IIAYH-
KOBO-KUIIKOBOTO TPAKTY, TOWO). ITpore omnucawni
BUITAAKY 31 3HAYHNM YPAXEHHSIM AereHb 0e3 BHpaxe-
HUX TI03aAereHeByx npossis [12, 13, 14, 15]. Tlepmi
pecmipaTopHi CMMITOMHM IPU BCIX BHIJ€3a3HAYEHMX
ABTO3aIaAbHUX x30po6ax HecrenuivHi i MOXyTb po3-
BMBAaTUCA IMOCTYNOBO: XPOHIYHMM KallleAb, 3aAMIIKA
npu (Qi3MYHOMY HaBAaHTAKEHHI, 3PiAKa OIHMCYETHCS
KPOBOXapKaHHA. 3a HasBHOCTI POAMHHHX BHIIAAKiB, B
OAHIIT CiM'T KAIHIYHI IIPOSIBE XBOPOOU Y POAUYIB B AUTSI-
YOMY BiL|i MOXYTb CYTTEBO BIAPI3HATHCH: Bip PAHHBOIO
AETEHEBOTO q)i6p03y AO Cy6KAiHi‘IHOI'0 YypaKeHHs
aerenp [ 1]. [Iprannm Takoi BapiaGeAbHOCTi 0CTaTOYHO
He 3'ICOBaHi, IPUITYCKAETHCS POAb BIIAMBY eIlireHeTHY-
HUX YMHHHKIB Ta HeCHPHATAMBHMX (aKTOPiB 30BHIII-
HbOTO CepeAOBHIa (iH(})eKuﬁ, BaKIIMHAIis, Tomo) Ha

WBHAKICTb mponecy ibposoyrsopenns [1, 10]. 3a
AQHHMMU TIOIEPeAHIX AOCAipAKeHDb, A0 75 % BuIapKiB
inreppeponomariit (SAVI, CANDLE) Ta cxoxmux 3a
denorunom saxsopiosarb (COPA) cynposopxysasu-
CA BOXKMM IHTEPCTHUL[IAADHUM YPXKEHHAM A€TeHb, a Y
IIOAOBUHH IIAIII€HTIB BXE€ Y PaHHbOMY AUTSIOMY Billi
BHSIBACHI 03HaKH $i6posy aerens [ 1, 11].

HaBoArMO KAIHIYHMI BHUITAAOK aTUIIOBOIO nepe6i-
Iy PIAKICHOTO aBTO3aIAABHOTO 3aXBOPIOBAaHHA —
STING-aconiitoBaHOI BacKyAOmarTii y AiTelt — 3 AoMi-
HYIOYMM BaXKMM IiHTePCTHI[iAAPHUM Ypa’KeHHSAM
AeTeHb.

Xaomuuk C., 12 pokiB, 3 aHaMHe3y XXHUTTS SKOTO
BIAOMO, 110 AMTHHA Bi V BariTHOCTI, mo nepebirasa Ha
TAl aHemil Ta 6aratoBopps. Hapoauscs Ha 37 Tivkai
BariTHOCTI 3 Baroro 2900 rpam, AoBxuHOMW Tira S0 cM.
CiMeliHui aHaMHe3 OOTSKEHMI: y MaTepi — XpOHid-
Uit 6pOHXiT, y 6aTbKa, 626yci Ta AsabKa (110 AiHii 6aTb-
Ka) — Ty0epKyAbO3 AereHb. 4 CTapIIMX CHOCH TaKOX
CIIOCTepiraioThesl 3 IPUBOAY TyDEPKYAbO3Y AeTeHb Oe3
6aKTepPiOAOTIYHOrO IHATBEPAXKEHHS, B MOAOALIOL
CecTpy — TilepTOHIYHA XBOPO0OA, MOAOAMIMI Opart
Tal[i€HTa 3AOPOBUIL.

3 HapOAKeHHS Y XAOIMYMKA BiAMidaAacs aHeMis 3i
3HIDKEHHSIM PiBHS reMoraobiny ao 80 r/a Ta, 3i caiB
MaMy, IKIipHI 3MiHH, SKi PO3LIHIOBAAUCH K aTOIYHUH
AepMaTuT (y MeAMYHiN AOKYMeHTaIlil AaHa iHpopMariia
BiacyTHs). 3 1-piuHOrO BiKy CTPR)XAAB Ha YacTi pecmipa-
TopHi indekuii. ¥ Bini 2 poxis (2014 p.) 6arbkamu
BIlepllle BipMiueHa 3aAMIIKa Npu (i3MYHOMY HaBaHTa-
xeHHi. Y 4 poxu (2017 p.) BissHaveHa pedopmanis
TPYAHOI KAITKH Ta 0iAb B HIDKHIX KiHniBKax. [llenaennit
3a IHAMBIAYAaAbHUM KaA€HAAPEM AO S POKIB. 3 AUTAYHX
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Ta6Auns 2. TeneTnyni MyTanii aconifioBaHi 3 rpyaMu ANTSYHX iHTEPCTHIIAABHHX 3aXBOPIOBAaHb A€TeHb [4-7]

Ten Tin Kainiuni nposisu Ticroaoriuni sminu
YCIAAKYBaHHS
CrnapKoBi mopymeHHs cypdakTaHTa
ABCA3 AP Heonaraabuuit pecriiparopuuit auctpec = Al'; AATI, AITT, HCIIT, XITH
I3A y HemoBASIT a60 AiTeil, AOPOCAUX
SFTPB AP Pecniparopruii puctpec HoBoHapoaxeHux + Al AATI, XTTH
SFTPC AN Heonaraabuuit pecniparopHuit aucrpec; I3A y HemoBasT a60 XITH, AITT, HCIIT
AiTel1, AOpOCAUX
NKX2-1 AN Mo3koBO-AereHeBO-THPEOIAHUI CHHAPOM, XapaKTepPH3yEThCS AITLT, XTTH, AAIT,
BPOAKEHHM TilIOTHPe030M, FillOTOHi€0, Xopeeio, I3A AAPBEOASIPHI CITPOIEHHS
Aerenesuit aabBeoAspHuil poTeinos (AATT)
MARS AP AATI; remaToMeraaist 3 XoAeCTa30M, aHEMisl, AAKTAT alIAO3, AATI
HEeBPOAOTIYHi MOPYIIeHHs
CSF2RA,CSF2RB | X-suemaene, AP | AATI (nemoBASTa, AiTH, AOpOCAI) AATI
GATA2 AA Bropunnmit AATT; imyHOACIIUT 3 Mi€AOANCIIAQ3IEIO AATI
ABTO3aIIaAbHi 3aXBOPIOBAHHS Ta IIOPYLIEHHS iIMyHHOI peryasii
TMEM173 AA Panne I3A 3 aBTOIMYHHHUMY Ta 3araAbHUME 3axBoproBaHHsiMu + | XITH, ¢poaikyasspHuit 6poH-
YPaKeHHsI CyrA0OiB Ta WIKipH, BACKYAITO-IIOAIOHI IIpOsiBY, ypa- xit
sxennst [ITHC
COPA AA Panne I3A a60 aAndysHi aAbBeoAsIpHI KpOBOTeUi 3 aBTOIMyHHIMHU | [THEBMOHIT, KamiASIpHT,
Ta 3aIIAABHIMU 3aXBOPIOBAHHSIMU TYPAXKEHHs CYTAODIB Ta HUPOK | KPOBOBUAHUBH
ZNFX1 AP I3A 3 BaxkuMu BipycHUMU iHQEKI[isIMH, HEBPOAOTIIHIMH
CHMIITOMaMH, TPOMOOTHYHA MiKPOAHIiOMaTis
OAS1 AA AAITI 3 imyHOA@PIITUTOM Ta ABTO3ATIAACHHAM AATI
Tami AI3A
FLNA X-3yenaeHui I3A 3 emdizeMor0; BapaMu cepIisl, HeBPOAOTIIHHMU AADBeOAsSIpHE CIIPOIIEHHS
pelleCcUBHUI MTOPYUIEHHSAMH; AIBYaTKA>XAOMIHMKH
NHLRC2 AP $ibpo3, HellpoAereHepallisi Ta LepeOpaAbHUI aHIIOMATO3
Ar¢ysHi aHoMaAll pO3BUTKY AereHb
FOXF1 AA I3A 3 AT'; aAbBeOASPHO-KATIASIPHA AMCIIAA3is + AaHOMaAbHe AAbBeoASpHO-KaMiASpHA
PO3TaITyBaHHA ACTeHEBUX BeH AMCIIAQ3is 3 aHOMAABHUM
PO3TaITyBaHHAM AereHEeBHX BeH
TBX4, FGFR2 AA, AP I3A 3 AT'; anunapHa Aucnaasis AIMHapHA AMCIIAQ3is,
HCIIT, AIT
EIF2AK4 AP I3A 3 AT'; AereneBuit reMaHrioMaTo3; BeHOOKAIO3MBHA XBOpo6a

IMpumiTku: AP — ayTOCOMHO-peIleCHBHII THII YCIIAAKYBaHHA, A\ — ayTOCOMHO-AOMIHAHTHHMIA THII ycrapgKyBaHHs, AI' — aereHesa
rineprensis, I3A — inTepcruniasbHe 3axBoproBanHs Aerenb, XITH — xponiuamit maeBMoHiT HemoBAAT, AIIl — aeckBamaTuBHA
inTepcruniaspaa maeBMoHist, AAIT — Aerenesuit aabeoasprui mpoTteinos, HCIIT — mecrenméiuna inTepcruniaspbaa maesmonis, AII' —

AETeHeBHH IHTePCTUIIAAbHHI TAIKOTE€HO3.

iHQeKIIIHIX 3aXBOPIOBaHb I€PeHic BiTpsAHy Bicry y 4
poku (2016 p.) Ta kamarok y 11 pokis (uepsens 2024
p). ITocriiiHO BiAMiYaAacs HEBIATIOBIAHICTD (i3HIHOTO
PO3BUTKY AUTUHY HOPMaTHUBHUM 3HAYEHHAM.

¥ Bini S poxis i 4 micsmi (02.2018 p.) rocrpo 3axso-
piB, CIIOCTEpIraAMCs rinmepTepMis, 3aAHIIKa, KalleAb,
HEXWTb, 3aTaAbHA CAAOKiCTh. ['ocmiTaAi3oBaHmit 3a Mic-
nieM npoxxusanHs. [Ipu rocmiraaizanii BiaMiveHe Taxin-
Hoe (YacToTa AMxaHHs 34 3a XBUAMHY), 6AiaicT mKip-
HUMX [TIOKPHBIB, ADKKOTIOAIOHA AedopMmaliis rpyAHOI KAi-
THUHH, AePOPMaIlis IAADIIIB 32 THIIOM 6apa6aHHHx MMaAU-
qok. ITia yac obcTexeHHS B 3araAbHOMY aHAAI31 KPOBI
BusBAeHa anemis (96 I'/a), pombonuros (575 T/a),
nipsumenns nokasauka LHIOE (58 mm/ roA) , 32 AAHUMH

bioximiuHOro aHaAi3y KpoBi — mipBumenHs piBast CPB
(48 Mr/A) Ta BiA3HA4Y€HA MO3UTHBHICTD 32 PEBMATOIA-
HuM QaxropoM. Buxarouaancsa BIA-indexuis, Bipychi
TelaTuTy, Ty0epKyAbO3, TOKCOIAA3MOBA, XAAMiAilHA,
IIUTOMeTraAoBipycHa indexuii. Buasaeni mosurusHi imy-
HOTAO 6yAiHH KAACy G A0 MikomAasmu THeBMOHIL. Pisenb
iMyHorAOGyAiHiB B CUPOBATIL{i KPOBi A€IIO IABUILEHI:
imynoraobyain G — 28,05 r/a, iMyHOra06yAin A —
1,91 r/a, imyroraobyain M — 191 r/a. Imynonuro-
$AyopuMeTpUdHe AOCAIAKEHHS MOKA3aA0 ITiABUIEHHUI
BiasocHuit Bmict T-aimdouuris (73 %) Ta T-xeanepis
(S1 %), sHuKeHuit BMiCT MPUPOAHKX Kiaepis (2,0 %).
AocaipxeHHs BMICTY KOMIIOHEHTIB KOMIIAEMEHTY CBIA-
YHAO IIPO TOMipHe 3HIDKeHHS Horo C4 KOMIOHEHTY
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(0,09 r/ A). ITip 9ac mpoBeAeHHs 6POHXOCKOMIT AlarHOC-
TOBAHHI KATAPAABHUI eHAOOPOHXIT, B [IOCIBaX AaBaX-
HOI pIAMHH BHAIAeHA Pseudomonas aeruginosa.
OtpumyBaB aHTHOIOTHKOTEpAIMil0 3 YACTKOBUM II03HU-
TUBHUM e(eKTOM, IpOTe TaxiHoe, AMXOMAaHKa Ta
3araAbHO3AMaAbHI 3MiHH 32 AQHUMU AaOOpATOPHHX
AOCAiAXeHD yTpuMyBaarcs. ToMy Bupimeno 6yao mpo-
AOBXHTH 00CTeXXEeHHS AUTHHY | IPOBeAEHA KOMIT I0Tep-
na romorpadist (KT) opranis rpyasoi kaitku (28.02.18
p.)- 3a pesyavraramu KT B amikarbHUX AiASHKaX Ta B
IPUKOPEeHeBUX 30HAX BISIBACHI MHOXHHHI APiOHi pOKy-
CH YIIIAbHEHHS A€TeHEeBOI NapeHXiMHM i3 3aTiHEeHH:AM 3a
THIIOM MAaTOBOTO CKAQ B 000X A€T€HsIX, B CTPYKTYPi SIKHX
BU3HAYAAKCS IPOCBITH OPOHXIB, Ta BUPa)KeHa aAeHOIa-
Tif BHyTPIlIHbOIPYAHHX AiMPaTHYHUX BY3AiB Ta AiM$a-
TUYHUX BY3AiB KOPeHiB AereHb. BusBaeHHs 03Hak iHTep-
CTHIL[IAABHOTO YPaXKeHHS AeT€Hb IIPU3BEAO AO Heobxip-
HOCTI IIPOAOBXEHHS AU(epeHIifHO-AlarHOCTUYHOTO
nomyky. B AKocTi MOXXAMBUX 3aXBOPIOBaHb PO3TASAAB-
ca capkoipo3, cuHApoM XamMeHa-Piva, cucTemHui
IOBEHIADHUM IAIOTIATMYHUI apTPHUT.

3 MeTor0 poobcTexenns 14.03.18 p. xBopuit mepe-
BepeHuit B AY «ITTAT imeni akapgemixa O. M. Ayk’stHOBOI
HAMH Vkpainu» (3apas AY «BIMA HAMH
YKpa'l'Hu») , A€ BUKAIOUEHUI FOBEHIABHUM iAlOTIATHIHII
ApTPHUT, HOBOYTBOPEHHS, aHTUPOCPOAIMAHUN CHH-
APOM, MyKOBicI[1A03, AedinuT al-anTuTpuncuny. Cran
XBOPOTO PO3IIHEHUH K 130AbOBaHE IHTEPCTHUIaAbHE
VPO KEHHS AeTeHb 1 3aIPOINIOHOBaHA OIOICLs AereHDb AAS
OCTaTOYHOIO yTOYHEHHS AlarHo3y. Bpaxosyroun Hass-
HICTb Y AUTHHH AMXaAbHOI HepocTaTHOCTi II cTymens
IIPU3HAYEH] CCTeMHI KOPTHKOCTEPOIAK B A03i 1 Mr/Kr
3a TpeAHI30A0HOM. Bip mpoBepenHs 6iomcii AereHs
MAaTH BiAMOBHAACh. B mopaabmoMy 6yAa ckepoBaHa A0
HACA «OXMATAWT > 3 ni€to MeTO10, A€, BpaXOBYyIO-
Y AAQHI POAMHHOTO aHAMHe3y, TOBTOPHO BUKAIOYABCS
TyOepKyAbO3 Ta aTHIOBUIl MikoOakTepios. IIporsrom
obcrexxenns B nmosropHiit KT oprasi rpyaHoi KaiTku
yepe3 2 Micslli Bip MOYATKY Teparii TAIDKOKOPTHKOIAA-
MU BiAMi4€Ha IO3UTHBHA AMHAMIKA Y BUTASAL 3MEHIIEH-
HS pPO3MipiB BHYTPIlIHbOTPYAHHX AIMQOBY3AiB Ta
NOKpaleHHs ITHEeBMATH3aLil AereHeBOl NapeHXIMH.
ITpoBeaeHa BigkpuTa 6ioIcis AereHp Ta AIMPATHIHUX
BY3AIB 3 IMyHOTICTOXIMIYHMM AOCAIAKEHHAM KAACTepy
Audepenmianii 3, kaacrepy audepenuianii 20, kaacrepy
Audepenmianii 68 Ta aAbda-TAAAKOM S30BOTO AKTHHY.
3a AQHVMIMH TiCTOAOTTIHOIO AOCAIAYKEHHS ACTeHb 6yAOBa
AeTeHeBOI TKAHUHHU MEPEBAKHO 30epeskeHa, BIABACHO
KPOBOBHAUBH Pi3HOTO po3Mipy, reMocHAepo3, HaOpsIK,
CEpPO3HMHI €KCYAAT B IPOCBITI YaCTMHM aAbBEOA Ta B

MDKaABBEOASIPHOMY TIPOCTOPI, mpoaipeparito/rimepr-
Aasito aabBeoronuTis II Turry, AlAsHKE rocTpoi eMise-
MH, $iOPO3YBaHHS MDKAABBEOASIPHHX MEPETOPOAOK 3
AimbanuTapHO/TicTioqUTaPHO/MOHOLUTAPHOO
indiaprparieto. Bporxu pisHOro xaaibpy Tex 6Oyau 3
O3HAKAMU T1epeOYAOBH, 3YCTpidaAuCs HeBeAMKi OpoH-
XO€KTa3H, B YaCTHHI OPOHXIB — [OTOBIJEHHS CTIHKY 32
paxyHOK $ibpo3y Ta KAITHHHOI iHiAbTpaLil, BOTHHIIIe-
Ba AeCKBaMaljis emireaifo. B cTpomi Aerenp HaOpsK,
AASHKH {HTepCTHIaABHOTO $ibpO3y, HepUBACKYASIPHI
AiMoricTionuTapHi iHPIABTPaTH, TOOAMHOKI €03UHO-
diAbHI AefikonuTH. B cyauHax pisHOro Kaaibpy BipsHa-
9eHO IOTOBIJEHHS CTiHKM 3a PaxyHOK MYKOIAHOIO
HAOPSIKY, B YaCTHHI — 03HaKH $pibpo3y.

3a danumu mopPoroziunozo docridnenns mamepiary
AIMATHIHOTO By3Aa HOTO TKAaHUHU OyAH 3i 36epexe-
HOIO apXiTeKTOHIKOI0, IpOoAipepalicro KAITHH AIMPOIA-
HOTO psiay B T-3aA€XKHMX 30HAX, BiAMiYeHHUI BOTHHIIe-
BUH TiCTiONMTO3; (QOAIKYAdpHa TrilepriAasisi, OKpemi
(pOAiKyAH 3 TepMiHATUBHUMU II€HTPaMH.

Imynozicmoximiune 0ocAidHeHHS CBIAIHAO PO
HASIBHICTH BOTHHIIEBOTO HAKOIMYeHHs Miopibpobaac-
TiB B IIOTOBLIEHNX MIKAAbBEOAIPHHUX NEPETOPOAKAX, B
CTIiHI}i YACTUHU CYAHH, OPOHXIB, CTPOMI Ta B KAITHHHAX
inpispTpaTax. B kAiTHHHMX iH(iABPTpaTax Pi3HOI AOKa-
Ai3arii BipAMiueHa momipHa KiAbkicTb T-AiM¢onuris,
BEAMKA KiAbKiCTb MakpodariB Ta B-aiMponuris B Kai-
TUHHMX iHQiAbTpaTax pisHOi Aokaaizamii. Orpumani
IaTOMOPOAOTIYHI, TiCTOXIMIYHI Ta IMyHOTiCTOXiMI4Hi
AQHI CBIAYMAM Ha KOPHCTD iAlomarudsoro ¢pibposyodo-
IO AAbBEOAITY.

Ha miacraBi matoMopdoAOTidHOTO AOCAIAXKEHHS
AlarHOCTOBAaHO XPOHIYHE iHTepCTHUIlilaAbHE 3aXBOPIO-
BaHHA A€T€Hb, AO AIKYBaHHS AOAQHMH TIAPOKCHUXAOPO-
XiH, B IIOAAABIIOMY IIPOBOAMAOCS 3HIDKEHHS AO3H
CHCTeMHHX KOpTHKOCTepoiaiB. IIpoTarom mopaapmmx
2-X pOKiB AMTHHA He CIIOCTepirasacs, IPOBOAMAMCA
Amne TeAepOHHI KOHCYAbTAIL. B 1jeit yac cTan xsoporo
IEPIOAMYHO MOTIPITYBABCA IMiCAS MOBTOPHUX IOCTPUX
pecmipaTOpHUX 3aXBOPIOBaHb, BMHHMKAAA 3AAMIIKA B
Crokoi, apTpaarii. OAHOPa3oBO IpU MPOBEACHHI YAb-
Tpa3BykoBoi plarHocruxu (Y3A) crany cyrao6is 6yan
BISIBACH] O3HAKH CHHOBIITY. 32 AQHHMH AA60PaTOPHUX
AocaipxeHb 36epirarocs mipsumenns nokasuuxa IIIOE
(12-64 MM/TOA) Ta MO3UTHBHUI aHAAI3 Ha PEBMATOIA-
Hu# QakTop.

Y 6,5 poxis 3a AoaHuME Y3 A BUABACHHMI HePPOAITI-
a3, CE40BUM CHHAPOM Ta IIPOTEIHYPisd He CIIOCTepiraAu-
Cf, BUKAIOYAAW CHCTEMHHil 4epBOHMI BOBYaK (aHTH-
HYKA€ApHI aHTHUTIAA Ta aHTHUTIAA AO ABOCIIPAABHOI
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AHK 6yau neratusni). Y 2020 p. (8 pokis) srepue 3a
AQHHMMH exoKappiorpadii BHsBA€HA I109aTKOBA AeTeHe-
Ba rinepTeH3id Ta BUCHIIM B AIASHI AIKThOBHX Ta KOAIH-
HIX CyTA00IB, 3 IPHBOAY 90T0 IPOBeAEHa biomcis mKipu
AAS BUKAIOYEHHS CapPKOIAO3Y Ta FiCTIONUTO3Y. 3 pe3yAb-
Taramu 6iomncii mKipy B emipepMici BU3HAYAETHCA rimep-
KepaTo3, B Tinep- Ta NapaKepaTMYHMX MacaX HassBHUH
reMOPAriYHuA eKCyAaT, BIAMIYEHMI TilleprpaHyAbo3,
HePIBHOMIPHHI AKAHTO3 Ta CAAOKHIT AQY3HHUIL CIIOHTI-
03. B miaaeraiit oepmi HasiBHI GiOPO3HI 3MiHH, @ TAKOX
HOMipHUH NePUBACKYAIPHUI Ta AUPY3HUM AiMOricTi-
OLMTApHUI iHPIABTPAT 3 AOMINIKAMU IOOAMHOKHX
HOAIMOPOSIACPHHX AeHKOIMTIB. Brsasaena Mmopdoao-
riYHa KapTHHa He OyAa crenuiyHO0 Ta BiALIOBiAaAQ
XPOHIYHOMY A€PMATHUTY 3 O3HAKAMH AiXeHiQikariii.
¥07.2021 p. (9 pokiB) 3 METOI0 BUKAIOYEHHSI [IOTEH-
LIMHYX IPOSBIB CUCTEMHOI'O YPaKEHHs BIIEpIIe MpOBe-
A€Ha MarHiTHO-pe3oHancHa ToMorpadis (MPT) roaos-
HOT'O MO3KY, 32 pe3yAbTaTaMH KOl BIAMIYEHO, IJO HOro
CTpyKTypu He OyAn 3MiHeHi, 06'eMHi HOBOYTBOpEHHs
Takox He BusBAeHL. Kontpoassa KT opraniB rpyaHoi
KAITKH, He 3BO)KA04H Ha AIKyBaHHS, CyTTEBOI TO3UTUBHOL
AVIHAMIKH CTaHY A€T€HEeBOI TKAaHMHHU He Bip3HaYaAa.

¥ '12.2023 p. cTan AUTHHK NOTipIIMBCA 32 PAXYHOK
PO3BUTKY CHHOBIITIB TOMIAKOBO-CTOIHHX CyrA00iB,
APiOHHX CYrAOGiB KHCTeH, IamyAO-Be3HKYASPHOTO
BUCHUITY Hap CyrAo6amu Ta Ha o6amyi (puc. 1).

3 mpusoay woro y 01.02.2024 p. xaomauk 6yB roc-
niTaAi3oBaHuMi 32 MicrieM npoxusanHs. [1ip gac obcre-
JKEHHSI Y HbOTO OYAM AlarHOCTOBAHI aTOMIYHUI AepMa-
TUT, TepIeTHYHa iHeK1]isl, 3 IPUBOAY YOTO BiH OTPHMaB
CUMIITOMATUYHE AIKYBaHHS 3 He3HAYHMM ITOKPaleHHAM

Puc. 1. 3miHu Ha wiKipi 06nu44ys y oumuHu C. y 2pyo-
Hi 2023 p.

CASE REPORT

crany. 10.04.24 p. rocmiTari3oBaHMi B IleplaTpHYHE
Bippiseras HACA «OXMATAUT » aas po006cTeXEH-
Hi. B et mepiop y AuTHHE 30epiraBcs AefKOLUTO3
(10,3T/a), pomboruTos S74 '/, miABUIeHHS MTOKa3-
nuka IIIOE (34 mm/rop) Ta pisus CPB (24 mr/a),
IUPKYASIlis PeBMaTOIAHOTO (aKTOpy, MiABUIEHHA
BMICTY IMyHOTAOOYAIHIB, peKaABHOTO KAABLIPOTEKTUHY
(98,4 mxr/r). IlpoBepeHa 6POHXOCKOMIS 3 MHOXKHH-
HOIO 6iOIICi€I0 CAM30BOI OPOHXIB: AQHKX 32 CrenuiuHi
3MiHM He BHABHMAA, B MOKPOTHMHHI BHCIBaAMCA
Staphylococcus aureus Ta Streptococcus viridans.
I[TpoBepeHa MOBTOpHA MaHY-0IONCIsS WIKIPH: BiA3HAYa-
AMCS SIBHIA AKAHTO3Y 0araTOIMApOBOTO MAOCKOTrO efi-
TeAil0, CIIOHri03y, 6a3aAbHOI BaKyOAi3arlil, BOTHHIEBO]
A€KapaTHHi3alii Ta HasABHICTb BHYTPIIIHbOEMITEAIAAD-
HUX Be3UKYA. Bia3HaueH] IpOMDKHUIT HAOPSIK AepMH i3
A€30praHisalli€l0 KOAAreHOBMX BOAOKOH Ta sBHMIJA IX
rAM0YaTOro0 posmaAy Ta OIMMCAHI SBHIIA BACKYAITY, 3
AIMQOTiCTIONUTAPHOIO iHPIABTPAIIEI0 ¥ AepMi, TpaHy-
AboMu Ta (iOpuHOIAHMI Hekpobiod. Takum duHOM,
X0ua AeKiAbKa 6iomciit pisHoi Aokaaisanii (ABiui 6iomcis
IKipH, 610IICist AereHp, 6i01Cis OpOHXIB, biomncis AiMPpo-
BY3AIB) BUSIBASIAM YiTKi O3HAKU CHCTEMHOTO iMyHOOTIO-
cepeAKoBaHOTO (TIOAIBHOTO A0 aBTOIMYHHHX) ypaskeH-
HS, IPOTe KAIHIYH] POSIBU XBOPOOH Y AUTHHHU He BIATIO-
BipAAM KPHTEpPiAM >KOAHOI 3 HO30AOTIYHMX OAMHMIIb
PeBMaTHYHUX XBOPOO (CHCTeMHi BACKYAITH, CUCTeMHHit
YePBOHUIM BOBYAK, IOBEHIADHUI AECPMATOMIO3HT, HOBe-
HIiAbHUI apTPHT).

B xsiTni 2024 p. mposeaeno KT opranis rpyaHoi
KAITKM Ta OPraHiB 4ePeBHOI MOPOXXHUHHU 3 AOBEHHHM
KoHTpacTyBaHHAM. 3a AanuMu KT BiaMivene nopymesn-
HS [THeBMaTH3aljil 060X AereHb 32 TUIIOM <«CTIABHUKO-
BHX COT>, YMCACHHI AASHKH 3AYTTS U YIJADHEHHS 32
THIIOM <«MATOBOTO CKAa>», PO3TAlIOBaHi MepPeBaXHO
IPUKOPEeHeBO Ta y BepxHix yacTkax. Hafibiabmma mosi-
TPsIHA TIOPO>KHUHA 3 YITKMMU CTiHKaMu A0 1,3 MM po3-
mipom 18 x14 MM BHHaiiAeHA B S6-cerMeHTi AiBOT AeTeHi.
36epiraarcsi YNCAeHHI BY3AUKH AO 4 MM B AlaMeTpi,
$i16po3Hi TSDKI, TepeBAKHO Y AOPCAABHUX BipAirax 060x
AeTeHb, A0 7 MM, AiM{aAeHOTIaTis, BUABACHE IIOTOBIIIEH-
HSl MDKYAaCTKOBOI IA€BPH 000X AeTeHb, CTIHOK OpOHXIB,
KIiCTO3HI 3MiHH TIPaBOi HUPKH. 3MiH 3 OOKY iHIINX BHY-
TpilmHiX OpraniB He BusBAeHO (puc. 2).

Bpaxosyroun 3MiHu 3 60Ky AereHs, MIKipH 3 HasB-
HICTIO IPAHYABOM HEMOXAHBO GYAO OCTATOYHO BHKAIO-
quTH capkoip03. [IpoBepena kopekuis 6asucHol Teparil
(3aMiHa Ha MeTOTpeKcaT), IPOTe CIPO6U MOAAABIIOTO
3MEHIIEHHs AO3U CUCTEMHHUX KOPTHKOCTEPOIAIB 3HOBY
IPU3BOAMAH AO HOTIPIIEHHS CTaHy AUTHHH.
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Puc. 2. JuHamika 3miH 3 60Ky nezeHb 3a 0aHumu KTy oumuHu C.
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B aucromaai 2024 p. npu MOBTOpHIH rocmiraaisartii
3aTaAbHMI CTaH AUTHHU CEPEAHBOTO CTYHeHs BOXKOCTI 3a
PaxyHOK AMXaAbHOI HepocrarHocti. Maca Tiaa — 19 xr,
apict — 117 cm (BiacraBas 6ibie, Hik Ha 3 cUTMaAbHUX
BIAXVIAGHHS BiA BIKOBHX HopM). B AlASHIY Hap AIKTHOBUMH Ta
HAA KOAIHHMMEL CyTAODaMH Bi3yaAisyBaAwch pyOuesi 3MiHK
mipu (puc. 3). TTaabi pyk Ta crom 6yan y Burasai 6apa-
fanHIX aamdok (puc. 4), WO CBIAYMAO PO XPOHIUHY TKa-
HUHHY TinoKcioo. Bci cyraobu Oyan inTaxTHi, macuBHi Ta
AKTHBHI PyXi B HUX He OOMexxeHi. AIMPOBY3AM TakoX He
6yau 36iabmreni. [Tpu mepkycil Hap 00AACTIO A€TeHb BUCAY-
XOBYBABCs IPUTYTIACHUH TIepKyTOpHuii 3ByK. [Ipu ayckyab-
Tarlii AereHb BUCAYXOBYBAAOCS JXOPCTKE AMXAHHS 0e3 Iaro-
AOTiYHHX myMiB. Mesxi BIAHOCHOI ceplieBoi Tyriocti He 6yAn
posurperi. ToHu cepiis He OCAAOAEH], PUTM IPABUABHUIL.
JKusir 6e3boAicHMI IpU TAMOOKIM IaAbmarlii, mediHka
BUCTYIIaAd Ha 1 M 3-Tp Kpato mpaBoi pebepHOi AyTH.
BuropoxseHHs opopMAeHi, 6e3 MATOAOTIYHUX AOMILIOK.
Alypes AocTaTHilt, 6€3 OpyIIeHb CEYOBHUITYCKAHHSL.

3araAbHO-KAIHIYHI Ta IMyHOAOTIUHI AOCAIAXKEHHS
Ha MOMEHT L€l TOCIITAAi3alll He BUABUAM CYTTEBHX
BipaxuaeHb. [IpoBepeHe AOAATKOBe BU3HAUEHHS aBTOAH-
TUTiA, NPUTAMAHHUX NEPEXPECHHM PEBMATOAOTIYHHM
CHHAPOMaM, SIKi CyIIPOBOAXYIOTbCS IHTE€PCTHUINIAABHUM
ypaxeHHsM Aerenb (antu-Ku anruria, antu- UL-RNP-
AHTWTIA, QHTHIIEHTPOMEPHHMX AHTUTIA), OTPUMAHi BCi
HeraTUBHI pesyAbTaTH. Y3/ CTaHy ceplisd CBIAUMAA TIPO
BIACYTHICTb O3HAK AereHeBOl apTepiaAbHOI rimepTeHsil,
10 BIAOOPXKAAO YACTKOBY IIO3UTHBHY AMHAMIKY Ha TAL
iMyHOCynpecuBHOro AikyBaHHsA. PiBeHb aHrioTeH-
3UH-IIePeTBOPIOBAABHOTO pepMeHTy OyB HIDKIe HOpMU
(27 Op/ s, ipu peepenTHix 3HavenHax 29-112 Op/a).
PedepenTtHe onjiHIOBaHHS MarepiaaiB 6iormcii mkipu

CASE REPORT =
TaKO> He CBiAYMAO Ha KOPHCTb CapKoip03y. Bpaxosyroun
PO3BUTOK MOAIOPTaHHOTO CUMITOMOKOMIAKCY (ypa-
KeHHS IIKipH, A€TeHb, CyTAODIB), POAUHHUI aHAMHe3
HeyTOYHEHNX AeTeHeBHX 3aXBOPIoBaHb (cnbcH, 6aTbKo,
6abycs, AJADKO), BUKAIOYEHHS PaHyAbOMATO3HOTO
ypaxeHHS, QpepMEHTONATIH, CHCTEMHHX XBOPOO CIIo-
AYYHOI TKAaHMHH, BUPIIIEHO IPOBECTU FeHeTHYHE AOCAI-
AKEHHS 3 METOI0 BUKAIOYEHHS iHIIMX aBTO3aIAAbHMX
3aXBOPIOBaHb, fKi NPOSBAAIOTbCS CHHAPOMOM iHTep-
CTUIiaAbHOTO ypaXeHHS AereHb (Tabamnms 1).
[IpoBepeHe reHeTHUHe AOCAiAKeHHs (TaKeT aBTO3a-
nasbHux x8opo6 B INVITAE, CIIIA), usiBaeHa maro-
reHHa reTepo3uroTHa MyTanis B reri TMEMI173
(c.842G>A (p.Arg281Gln), mo cBigumAa mpo Hass-
HicTb ayrocoMHO-poMiHaHTHOI STING-acomiitoBanoi
BACKYAOIIATil B ANTHHCTBI.

AuruHi 6yAa IpoBeAeHa KOpeKIist Teparil 3riAHO
Cy4acHMM peKOMeHAaLisaM [ 16], Ka BKAKOUMAQ IpU3HA-
YeHHs TodpanUTHHIOY, MIKOpeHOAATY MOdETHAY, TOCTY-
OB CKACyBaHHA KOPTHKOCTEPOIAHHMX IpemapaTiB. 3
MeTOI0 BHUsABAeHHA iHmMX mpossiB SAVI mosTopnO
nposepeHe MPT roaoBHOro Mo3ky, i 4ac SIKOi BHSB-
AeHe AWIIIe 3BY)KeHHS AIASIHKU V4 AiBOI XpebeTHOI apre-
pii. AUTHHI peKOMeHAOBaHUH 0PTAABMOAOTIYHHI MOHi-
TOPHHT Ta MOHITOPHMHT (YHKIIOHAABHOTO CTaHY A€TEHb.

O6rosopenns

Sk BiaOMO, BHSABA€HA Y AUTHHU MyTallisl TeHY
TMEM173 npusBoAMTb AO CHHTE3y aHOMAaAbHOTO
biaky STING, sixuit crumyatoe Bukup iHTepdepony P ta
aKTuBalio eHpoTeAiHy. Ha choroaHi BustBAeHi acoryianii
MDK MyTanisiMH Ta KAIHIYHHMH HPOSBAMH XBOPOOH.
Tax, myrania p.S102P+F279L cnpuse po3BUTKy Bax-

Puc. 3. 3minu wkipu y oumunu C. 8 nucmonadi 2024 p.
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Puc. 4. Manvyi y euanadi 6apabaHHux nanauyok y
oumuHu C.

KOro obaAiTepyodoro 6porxioairy, myranis p.V1SSM
IPU3BOAUTD AO BaXKKOT'O IHTEPCTUI[IAABHOTO YPKEHHS
Aerenb, a Myranis p.N154S uacrime npossasgeTpcs
nepudepryHo0 Backyaomariero [12, 17, 18]. Backy-
Aomaria y nanienTiB 3 SAVI vacrime € nepmuM mpo-
SBOM XBOPOOH, SIKMIl PO3BUBAETHCS IIe HA IEPUIOMY
POL XKUTTS BHACAIAOK IOIIKOAKE€HHS TKaHUH IIKIpH 1
TIOpyLIeHHs KpOBONMOCTadaHHA. B mopaapmomy ii mpo-
rpecyBaHHs PU3BOAUTD AO PO3BUTKY Ae(PeKTiB XpAIliB
BYX, HOC4, BTpaTH maAbyis [ 19]. [Humi ypaxeHHs Bia3Ha-
qaotbest ¥ 68-90,6 % BurmaskiB. XBOpoOU AereHb €
TaKOX 4aCTHM IIPOSBOM CHHAPOMY, 30KpeMa iHTepCTH-
IiaAbHe ypaxkeHHA AereHb npuramanHe 70-90 % airteit
i3 SAVI. Bonu MOXyTb pO3BUBATHCA 3 NEPIIHX TIKHIB
JKUTTS, OYTH IHBAAIAM3YIOUNME Ta A€TAABHUMU [12,14],
a KAIHIYHO IIPOABAAIOThCS 3aAMmKoI0 (28,57 %) Ta/a60
rtaximHoe (19,6449 %), xamaem (12,5 %). Penrre-
HOAOTIYHO $iOPO3 A€reHb PeECTPYEThCS y ¥ MallieHTiB
me 3 nepmoro miBpiwyst xurrs [20]. Y xsopux va SAVI
CIIOCTEPIraroThCsA TAKOXK MIO3UTH, TYTOPYXAUBICTD CyT-
A06iB, iHOAl apTpuTH, B 75 % — 3arpumka pocry [20].
Ha BipMiHY Bi iHIIMX BpoAXKeHHX iHTep¢epOHOMaTiH,
TIPH 1[bOMY 3aXBOPIOBaHHi Ame y 16,7 % aiTei Bia3Ha-
4a€ThCA KaAbIMPiKarisa 0a3aAbHUX TAHTAIIB, IOAOBHUHA
TAL€HTIB Ma€ IUTONEHIYHUM CHHAPOM (aHEMi}I Ta/abo
AefikomeHis Ta/a6o Tpombonuronesis). OcobausicTio
€ TAaKOXK BUCOKA YACTOTA BHABACHHS aBTOAHTHTIA, IO He
TIpUTaMaHHe {HIINM aBTO3aIAABHUM XBOPOOaM.
Meraanaaia onmcanux y 1980-2020 pp. 56 Bumap-
kiB SAVI cBiA4HB IO MpOBeAEHHS T'eHeTUYHOI AlarHOC-

THKH i3 3alli3HEeHHAM B CepeAHbOMY Ha 8,5 pOKiB Bia
TOSBU MEPIIMX CUMITOMIB XBOpo6wm [12].

BpaxoBytoun aBTOCOMHO-AOMIHAHTHHUII THIT YCITAA-
KyBaHHS XBOPOOW, OOTSDKEHWH CIMEHHWII aHaMHe3,
IHIIMM AITSIM B POAHMHI TaKoX OYAO 3aIpOIOHOBAHO
TIIPOBEAEHHS TeHETHYHOTO AOCAiAXKEHHS. Y CTapmioro
Opara, KUl Ha MOMEHT 0OCTEKeHHSI He MaB KAIHIYHUX
NpOsBiB, BHUABACHA TaKa JX CaMa MyTallid B TeHi
TMEM173. Takox BusIBA€HA CIiAbHA ITATOre€HHA MyTa-
nist B reni CFTR, sxuit aconifioBaHuil 3 MyKOBICITUAO-
30M, ayTOCOMHO-PELeCHBHHMI THII YCIIAAKYBaHHA 1
BPOAXEHOIO ABOCTOPOHHBOIO BIACYTHICTIO CiM SIBHHOC-
HOI IIPOTOKH, 2 TAKOXK IIABUIIEHMM PU3UKOM XPOHIYHO-
IO IAHKPEATUTY Y reTepO3UTOTHHX HOCIIB, Ta BapiaHTH
HeBM3HaYeHoro 3HavyeHHs B remax AGBLS, ATRIP,
BLNK, CEPSS, F1IG4, KCNC1, KIF23, LSS, NPHS2,
OTOG, PIEZO2, PIGL, PNKP, SHPK, SI, SLC34A2,
STIM1, SULF1, TONSL. 3 meHmuM 6paTom BUSBAEHO
ABi crriabHi maTorenHi myTanii B reni CFTR Ta CHEK?2,
110 ACOLIIOBAaHMM 3 AyTOCOMHO-AOMIHAHTHOIO CXUAbHi-
CTIO AO TIEBHUX BUAIB Paky (pak MOAOYHOI 32A03H, KOAO-
PEKTaAbHHI IEePeAMIXYpOBOI 3aA03U 1 IIUTOBHAHOI
33A03H), 2 TAKO)K BaPiaHTH HEBU3HAYEHOTO 3HAUCHHS B
redax CARMIL2, CNNM4, COASY, FIG4, H6PD,
LSS, SI, SLC34A2, TFG. YV cecrep ipneHTHIKOBaHO
AWIIe BapiaHTH HeBU3HaueHOro 3HaueHHs: AGBLS,
CARMIL2, COASY, COL4Al, CRAT, DST, FIG4,
GNPTG, H6PD, KCNC1, KIF23, NPHS2, OTOG,
PIGL, PNKP, SHPK, SI, SLCA34A2, STIM1, TFG.

Biaomo, mo renorun-QeHOTHIHI KOpeAdlii MOXyTb
3HAYHO BIAPI3HATHCS HaBiTh B MeXKax OAHi€I popunu. Yepes
pisHy nenerpanTHictb reda STING1, Moxe 3HIDKyBaTHCA
eKcrpecist 400 QyHKII ramAOTHITY, i SIK HACAIAOK 3'SIBASI-
€TbCs BapiabeAbHICTb KAIHIYHIX IPOSIBIB Ta M SIKHIT KAIHIY-
Huit perorur. Aocaipxenns Melki ra cniBas. npumycru-
A0, IO pi3Ha GeHOTUIIOBA BUPA3HICT MOXKe OYyTH I0B s13a-
Ha 3 C-KiHIEBUM IMKAIYHHM AMHYKAEOTHA-3B SI3YHOUMM
AOMEHOM (CTD) a60 N-KiHIeBOI0 AIASHKOIO, sIKa Oepe
yaactd B aumepu3anii CTD. Li xiHnesi AIATHKE MOXYTb
BIAMBATHU Ha Aokaaidanito STING B eHpomaasmaruaHOMy
perukyaymi (EP), mo Beae A0 KOHCTHTYTHBHOI AOKaAisanii
STING B mpomixnoMy kommaptmenTi EP-T'oabpxi i akTH-
Ballii MOAAABIIOI mepepadi curHaay vepes Bice TANK-
3p’s1syroua kinasa 1 (TBK1) — inrepdeponosuit pery-
asroprmit daxrop 3 (IRF3) [21]. 3paxaroun Ha mpury-
mennst Melki, y poocaipxensi Jinying Ta criBas. mepesipe-
HO MO)XAMBHY BIIAUB IHIIMX T'eHeTUYHUX BAPIaHTIB Ha LieH
CUTHAABHMI HIASX. 30KpeMa, OYAO IPOBEACHO eK30MHe
cexeHyBaHHs BapianTiB INFARI, INFAR2, JAK-STAT,
TBKI i IRF3, mo6 3’scysary, i MOXyTb Li BapiaHTH

ACTMA TA ANIEPTIA « 2 « (24) + 2025 =——

http://asthma-allergy.com.ua



BrAuBaTH Ha akTHBHICTD STINGI i, BiATIOBIAHO, Ha KAiHIY-
Huit GeHoTun. OAHAK pe3yAbTaTH I[bOTO AHAAI3Y He BHSBH-
AU KOAHHUX 3HAYYIUX 3MiH, SKi 0 MOTAM IOSICHUTH Bapia-
6eAbHicTp KAiHITHIX TPOsBiB [ 14]. Ockiabku icHye caabka
KOpeAAIlisl MK FeHOTHIIOM i KAIHIYHUM (eHOTUIIOM, MAAO-
BMBYEHI BHYTpilHi abo 30BHilHI (pakTOpH, NMOBIpHO,
MOAUGIKYIOTb Pe3yAbTAT 3aXBOPIOBAHHL

Heo6xipHO 3a3HaunTH, 110 AiKYBaHHS Pi3HUX XBO-
P06, 10 MPOSBASIIOTHCS IHTEPCTUILIAADHIM YPAKEHHIM
AereHb Moxe OyTu pisHuM. Ha cporopsi ocHoBHa Tepa-
neBTHyHa crpateris mpu AI3A 6asyerbcst Ha KoHIeni,
110 KOHTPOAD 3aITAABHOTO MPOLIECY MOXe CIIOBIAbHUTH
abo  3amobirtm  mporpecyBanHio  $ibpoay.
I'ATOKOKOPTUKOCTEpPOIAM 33AMIIAIOTHCA IperapaTaMu
TIepLIO] AiHil, SIKi 3aCTOCOBYIOThCA 5K IIEPOPAABHO, TaK i
BHYTpimHboBeHHO. [Ipu cTaHax, Mo BUABASIOTH pe3uc-
TEHTHICTb AO CT€POIAHOI Teparil, AO AIKyBaHHS MOXYTb
AOAQBATHCS iHIII MPOTH3AIAABHI 3aCO0H, 30KpeMa Tip-
POKCUXAODPOXIH Ta a3UTPOMILIMH. SIKIIo X Teparmid cre-
pOIAAMH Ta TIAPOKCHUXAOPOXIHOM He AA€ edexTy, pos-
TASIAQETBCSL 3aCTOCYBAHHSA IMYHOCYIPECHBHHX a060
IMTOTOKCHYHMX IIPENapaTiB, TaKUX K a3aTiONpPHH,
nukaopocdamia, HUKAocopuH abo Merorpekcar. Lli
3ac00H € HaNOIABII AOLIABHUMY Y BUITAAKAX ayTOIMYH-
HUX YPa)KeHb AereHb. Y TSKKUX BUIAAKAX, KOAU MEAH-
KAMEHTO3Ha Tepamis He 3abe3redye HeoOXiAHOTO
Pe3yAbTaTy, TPAHCIAAHTALA AET€Hb MOXE CTaTH EAU-
HUM e(EeKTHBHIM METOAOM AiKyBaHHs [ 3, 22].

Y nepcrexTuBi TeHHa Tepamid MOXe CTaTH eek-
THBHUM ITIAXOAOM AO AIKYBaHHS MOHOT€HHHX 3aXBOPIO-
BaHb AereHb. [lapaaeAbHO AOCAIAKYETbCS NOTEHIiaA

CASE REPORT

Me3eHXIMAABHIX CTOBOYPOBHUX KAITHH, sIKi 3AQTHI CIIpU-
ATH pereHepanil ypaXeHMX TKAaHMH Ta 3MEHIIyBaTH
sarasbHi mporjeck. O6HABA HAIPSIMKU CTAHOBASITH IIep-
CIIEKTHMBHI CTpATeril, 0 MOXYTb CYTTEBO 3MIHUTH IIiA-
Xip AO Teparmil PIAKICHMX AereHeBHX IaTOAOTIM y Ma¥-
6yraboMmy [3].

Came Tomy 6iAbIn paHHS AUepeHIliitHA AlarHOCTH-
Ka [JUX XBOPoO MaTuMe 6e3yMOBHHUI IIO3UTUBHHIT BIIAKB
Ha TOAAABIIMI Mepebir 3aXBOPIOBAHHS Ta CIPHATHME
3MEHIIEHHIO iHBAAipM3allil Ta IOKPAIJAHHIO SAKOCTI
xuTTS xBopux 3 AIBA.

BucnoBkn

1. Ajaraocruka AI3A yacro yrpyaHeHa yepes ixHi0
piAKicHiCTb, HecriefuiyHi KAiHIYHI NPOSABM Ta Hema-
TOTHOMOHIYHICTb 3MiH 3 OOKY AereHb IPH IPOBEAEHHI
IHCTPYMEHTAABHHX AOCAIAXKEHD.

2.V bararbOX BUITAAKAX CTAHAAPTHI METOAU 0OCTe-
JKEHHs He AAIOTb 3MOTH BCTAaHOBUTH TOYHMI AlarHO3,
IO IPU3BOAMTD AO BUCOKOTO BiACOTKA HEAIarHOCTOBA-
HYIX MarjienTis (6Au3bko 6-12 %).

3. Baxausy poab y miatBepaxenHi paay AIBA Biai-
rpae TeHeTUYHe TeCTYBaHHS, OCKIAbKM 3HAYHA YaCTHHA
IJMIX 3aXBOPIOBAHb € TeHETUIHO-00yMoBAeHUMU. [IpoTe
FIOTO AOCTYIHICTb 3aAHMIIAETHCS OOMEXEeHOIH, IO
YCKAQAHIOE CBOEYACHY AIATHOCTHIKY Ta BUOIP ONITHMAAB-
HOI TAKTHKY AIKYBaHHS.

4. BopoBapXeHHS reHeTUIHOTO TeCTYBAHHS B KAi-
HIYHY TPaKTHKYy MOXKE€ 3HAYHO IOKPANIUTH BUABACHHS
AI3A Ta MABUIIMTH AKICTh MEAMYHOI AOITOMOTH AITSIM
13 ITi€X0 TTATOAOTIEIO.

A CLINICAL CASE OF STING-ASSOCIATED VASCULOPATHY WITH ONSET IN CHILDREN
WITH PREDOMINANT SEVERE INTERSTITIAL LUNG DISEASE

0. A. Oshlianska’, Y. S. Stepaniuk3, H. V. Shkliarska3, T. M. Tkachova’, V. G. Ivanova#*, S. M. Rudenko?

'Shupyk National Healthcare University of Ukraine, Kyiv, Ukraine
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‘KNP OKDL of Kirovohrad Regional State Administration, Kipogoepad, YkpaiHa

strategy.

Abstract. The article presents the clinical case of a 12-year-old boy diagnosed with STING-associated vasculopathy with onset in
children (SAVI), characterized by severe, predominantly interstitial lung damage. Diagnosing the condition was challenging due
to nonspecific symptoms, variable clinical presentations, and the absence of typical findings on standard diagnostic imaging. The
final diagnosis was established through genetic testing, which allowed for the adjustment of therapy in accordance with current
recommendations. An important aspect in the differential diagnosis of paediatric interstitial lung diseases is the need to identify
monogenic forms, as they can be hereditary and require a specific approach to diagnosis and treatment. Therefore, incorporating
molecular genetic methods into routine clinical practice is crucial for timely diagnosis and the selection of appropriate treatment

Key words: interstitial lung diseases, STING vasculopathy, monogenic interferonopathies, children.
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iX AQHIX Y HAYKOBIi IyOAiKartii.
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